FISH study. [2] Hence, there is a need to rule out mosaicism using FISH in all such patients for appropriate counselling.
The authors' observations on chromosomal variants such as pericentric inversion of chromosome 9, 9qh+, 1qh+, 15p+ were interesting. Earlier these variations were considered to be chromosomal polymorphisms and so far clinical correlation of these polymorphisms has not been established. These variations always put genetic counsellors in dilemma. However, in recent years several studies have shown that repeated sequences located on the same chromosome at a distance of a few mega bases, predispose to homologous unequal recombination leading to both chromosome microrearrangements, i.e. deletions, duplications and inversions. [3] Hence, the detailed studies on heterochromatin are important to know their role in genetic diseases.
The second common heteromorphism in cytogenetic screening is nucleolus-organizing regions on acrocentric chromosomes and chromosome 15 reported to be frequently involved. The NORs banding method is routinely used to confirm the NORs stalks but this method always may not detect all NORs and for cytogenecists it is difficult to differentiate the additions 60 on acrocentrics. During human genome project one sequence is found to be hybridized with NOR region and now the clone is available in PAC (dJ1174A5). Recently, we have confirmed 15p+ as NOR using the same probe. [4] The third chromosomal variation commonly seen in cytogenetic screening is single cell translocations. The t(7;14) is reported to be commonly involved in patients bad obsteric history, children with dysmorphic features [5] and the clinical correlation has not been etablished. However, the other single translocations reported in one of the paper in this issue (Rema Devi and Sayee) are interesting. In such cases the conventional cytogenetic method using G-banding is not enough to rule out the mosaicism and FISH studies in peripheral blood and tissue is important to decide the mosaicism.
In conclusion, the chromosomal variations including single cell translocations, numerical anomalies, single cell chimerism, chromosomal heteromorphism plays an important role in genetic diagnosis and these variations should be studied in detail using FISH and molecular methods, which helps in better management of the disease.should be studied in detail using FISH and molecular methods, which helps in better management of the disease.
